Occidental type cerebromuscular dystrophy (OCMD) forms a substantial distinct group within congenital muscular dystrophy (CMD). These patients invariably present with amyotrophy, multiple joint contractures, facial muscle involvement, normal or nearly normal intelligence, leukodystrophic appearance on CT scan, and dystrophic changes in muscle.
Muscle biopsy specimens were taken from the gastrocnemius in all cases. The specimens were frozen in isopentane cooled in liquid nitrogen. Six micron serial cryostat sections were stained with haematoxylin and eosin, and modified Gomori trichrome. A battery of histochemical stains including NADHtetrazolium reductase (NADH-TR), periodic acid Schiff and oil-red-O, were also used.
Results

CLINICAL OBSERVATIONS
The clinical histories of the 11 patients, aged from 10 months to 12 years (at initial evaluation), are summarised in table 1. Parental consanguinity was present in eight cases, being first cousins in seven and second cousins in one. One patient had an affected twin (patient 5), and one other had a sibling with similar symptoms (patient 2). All patients featured with hypotonia at birth. None of the patients were microcephalic.
The following findings were present in all cases: delay in motor development; multiple joint stiffness at the elbows, hips, knees or ankles (either present at birth or had developed later, except patient 4 who is free of contractures so far); proximal muscle weakness; and facial muscle involvement (fig 1, 2) . Seven patients were areflexic. None of the cases had achieved independent working at the time of examination or follow ups. All patients were very slender in stature. Muscle hypertrophy was not present. Cardiac evaluation, which included chest radiograph, EKG and cardiac echogram, was normal in all patients.
The creatine kinase (CK) level was mild to moderately elevated in nine patients and normal in the remaining two. Electromyography (EMG) was myogenic in eight patients and normal in three. Motor nerve conduction velocity was within normal limits. All patients showed marked white matter hyperlucency with or without ventricular dilation (plus cortical atrophy in some) on cerebral CT scan (figs 3, 4) . All patients had normal mental group.bmj.com on November 9, 2017 -Published by http://jnnp.bmj.com/ Downloaded from Topaloglu, Yalaz, Renda, Q;ajlar, Gogus, Kale, Gucayener, Nurlu Scale: (-) = absent, (±) = mild, (+ +) = moderate, (+ + +) = strong, ( + + + + ) = intense.
role of prolonged intervention of teratogenic factors."2 An autosomal recessive mode of inheritance has been documented in the vast majority ofcases.5 A history ofparental consanguinity was present in eight of our cases, suggesting autosomal recessive transmission. The muscle biopsy findings in our patients were consistent with typical features of: diffuse endo-perimysial fibrosis, increased numbers of atrophic fibres, marked increase in fatty tissue and the absence of neuropathic properties. These findings are quite different from those seen in congenital non-progressive myopathies by the absence of cytoarchitectural changes peculiar to them.
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